Clinical examination at the age of 19 months showed length 68 cm (<<3rd centile, approximately -4 SD), weight 7.5 kg (<<3rd centile, approximately -3.5 SD), OFC 45.5 cm (3rd-i0th centile). Clinical dysmorphological evaluation disclosed the following abnormalities: prominent occiput, anterior fontanelle still patent 2 x 2 cm, high frontal hairline, prominent ears (ear length 4.7 cm, about the 10th centile), upward slanting palpebral fissures, small nose with bulbous tip, delayed eruption of teeth (first at 18 months, at present only two lower and one upper incisor erupted), barrel chest, prominent abdomen, short and tapering fingers (total hand length 8.4 cm, below the 3rd centile), rocker bottom feet, and short and broad toes. On external examination, there were no other abnormalities; cardiac auscultation indicated a 1-2/6 systolic murmur which was considered to be only functional. No hypo-or hyperpigmented areas of the skin were visible. 
Interstitial deletion of the segments 4q1 q21 or 4q1 2q21 has been reported in eight patients,'`8 five of whom showed the piebald trait, a white forelock.' 2 4 6 8 Beyond this rather unusual finding, they did not share a striking common pattern of dysmorphism and malformations.
We report clinical, cytogenetic, and molecular findings of another patient with an interstitial deletion of 4q12q21.1. She did not show the piebald trait and, in contrast to all but one' of the previous cases, her deletion was secondary to a de novo translocation which had occurred in the paternal germline.
Case report
The proband, a girl, was the product of the first pregnancy of a 26 year old, healthy mother and her 33 ::4q2 1.1 -*4qter) (fig 1) . Chromosome painting with libraries of chromosome 4 (digoxigenised, red) and chromosome 18 (biotinilated, green) showed the reciprocity of the translocation and excluded involvement of a third chromosome (fig 2) . Parental karyotypes were normal. No cell line of the proband is available.
MOLECULAR INVESTIGATIONS
The results of microsatellite marker analysis of loci within the segment 4q12-3q21 are pre- Table 2 Clinicalfindings in reported patients with deletion of (4) (ql1-q21) or (4) (qI2-q21) . Exceptfor major malformations, onlyfindings present in at least two patients were considered This analysis shows that, as is often the case in interstitial deletions,9 the pattern of abnormalities is not very striking and thus, in contrast to many terminal autosomal deletions with a rather abnormal phenotype, it would hardly be possible to recognise the specific deletion in such a patient from the clinical findings alone. However, if multiple minor anomalies and growth and mental retardation are present in a patient with a white forelock (piebald trait), the situation is different: the latter is a unique finding in chromosome aberrations,9 '0 having been reported so far only in proximal deletions of 4q. Its occurrence in the first two cases' 2 led to the provisional mapping of the gene for the dominant piebald trait to the deleted region 4q12--q21. Therefore, although such problems are not uncommon in patients with chromosome aberrations and other MCA/MR syndromes, they might also represent a feature of as yet unknown pathogenesis of this particular deletion.
